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l Paper IF Citations

199 teInovoImutationsIinItheIgeneIencodingISTXrPZIQMUNsZgVZRIcauseIearlyIinfantileIepilepticI
encephalopathyWINatureeGeneticsUI2008UIcYUIfgaVg 36.3 416

198 MutationsIaffectingIcomponentsIofItheISWyXSNvIcomplexIcauseIsoffinVSirisIsyndromeWINaturee
GeneticsUI2012UIccUIbfeVg 36.3 350

197 teInovoImutationsIinItheIautophagyIgeneIWtRcdIcauseIstaticIencephalopathyIofIchildhoodIwithI
neurodegenerationIinIadulthoodWINatureeGeneticsUI2013UIcdUIccdVhUIccheZ 36.3 330

196 xumanIgeneticIvariationIdatabaseUIaIreferenceIdatabaseIofIgeneticIvariationsIinItheIzapaneseI
populationWIJournaleofeHumaneGeneticsUI2016UIeZUIdcfVdb 4.3 212

195 teINovoImutationsIinIwNqOZUIencodingIaIw˛–oIsubunitIofIheterotrimericIwIproteinsUIcauseIepilepticI
encephalopathyWIAmericaneJournaleofeHumaneGeneticsUI2013UIhbUIcheVdYd 11 137

194
MutationsIinIPOβRbqIandIPOβRbrIencodingIRNqIPolymeraseIyyyIsubunitsIcauseIanI
autosomalVrecessiveIhypomyelinatingIleukoencephalopathyWIAmericaneJournaleofeHumaneGeneticsUI
2011UIghUIeccVdZ

11 112

193 tiagnosticIutilityIofIwholeIexomeIsequencingIinIpatientsIshowingIcerebellarIandXorIvermisIatrophyI
inIchildhoodWINeurogeneticsUI2013UIZcUIaadVba 3 91

192 yntegrativeIqnalysesIofIteINovoIMutationsIProvideIteeperIriologicalIynsightsIintoIqutismI
SpectrumItisorderWICelleReportsUI2018UIaaUIfbcVfcf 10.6 86

191 tNqImethylationIandIgeneIexpressionIdynamicsIduringIspermatogonialIstemIcellIdifferentiationIinI
theIearlyIpostnatalImouseItestisWIBMCeGenomicsUI2015UIZeUIeac 4.5 84

190 teInovoISOXZZImutationsIcauseIsoffinVSirisIsyndromeWINatureeCommunicationsUI2014UIdUIcYZZ 17.4 84

189 WholeIexomeIsequencingIidentifiesIαsNQaImutationsIinIOhtaharaIsyndromeWIAnnalseofeNeurologyUI
2012UIfaUIahgVbYY 9.4 74

188 PhenotypicIspectrumIofIwNqOZIvariantsiIepilepticIencephalopathyItoIinvoluntaryImovementsIwithI
severeIdevelopmentalIdelayWIEuropeaneJournaleofeHumaneGeneticsUI2016UIacUIZahVbc 5.3 72

187 teInovoImutationsIinISβsbdqaIencodingIaIUtPVgalactoseItransporterIcauseIearlyVonsetIepilepticI
encephalopathyWIHumaneMutationUI2013UIbcUIZfYgVZc 4.7 72

186 SpatialIandItemporalIexpressionIofIfolateVbindingIproteinIZIQvbpZRIisIcloselyIassociatedIwithI
anteriorIneuralItubeIclosureIinImiceWIDevelopmentaleDynamicsUI2003UIaaeUIZZaVf 2.9 72

185 TheIsomaticIwNqQImutationIcWdcgwnqIQpWRZgbQRIisIconsistentlyIfoundIinISturgeVWeberIsyndromeWI
JournaleofeHumaneGeneticsUI2014UIdhUIehZVb 4.3 70

184 teInovoIαsNTZImutationsIinIearlyVonsetIepilepticIencephalopathyWIEpilepsiaUI2015UIdeUIeZaZVg 6.4 66

183 TargetedIcaptureIandIsequencingIforIdetectionIofImutationsIcausingIearlyIonsetIepilepticI
encephalopathyWIEpilepsiaUI2013UIdcUIZaeaVh 6.4 64
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182 riallelicIMutationsIinIMYPNUIuncodingIMyopalladinUIqreIqssociatedIwithIshildhoodVOnsetUISlowlyI
ProgressiveINemalineIMyopathyWIAmericaneJournaleofeHumaneGeneticsUI2017UIZYYUIZehVZfg 11 57

181 wRyNZImutationsIcauseIencephalopathyIwithIinfantileVonsetIepilepsyUIandIhyperkineticIandI
stereotypedImovementIdisordersWIEpilepsiaUI2015UIdeUIgcZVg 6.4 56

180 yneffectiveIquinidineItherapyIinIearlyIonsetIepilepticIencephalopathyIwithIαsNTZImutationWIAnnalse
ofeNeurologyUI2016UIfhUIdYaVb 9.4 52

179 ympairedIneuronalIαssaIfunctionIbyIbiallelicISβsZaqdImutationsIinImigratingIfocalIseizuresIandI
severeIdevelopmentalIdelayWIScientificeReportsUI2016UIeUIbYYfa 4.9 52

178 MutationsIinIgenesIencodingIpolycombIrepressiveIcomplexIaIsubunitsIcauseIWeaverIsyndromeWI
HumaneMutationUI2017UIbgUIebfVecg 4.7 50

177 teInovoImutationsIofItheIqTPeVZqIgeneIcauseIdevelopmentalIencephalopathyIwithIepilepsyWI
BrainUI2018UIZcZUIZfYbVZfZg 11.2 44

176 teInovoIWtRcdImutationIinIaIpatientIshowingIclinicallyIRettIsyndromeIwithIchildhoodIironI
depositionIinIbrainWIJournaleofeHumaneGeneticsUI2014UIdhUIahaVd 4.3 44

175 telineatingISPTqNZIassociatedIphenotypesiIfromIisolatedIepilepsyItoIencephalopathyIwithI
progressiveIbrainIatrophyWIBrainUI2017UIZcYUIabaaVabbe 11.2 44

174 riallelicImutationsIinItheIbPIexonucleaseITOuZIcauseIpontocerebellarIhypoplasiaIandIuncoverIaIroleI
inIsnRNqIprocessingWINatureeGeneticsUI2017UIchUIcdfVcec 36.3 43

173 xighIprevalenceIofIgeneticIalterationsIinIearlyVonsetIepilepticIencephalopathiesIassociatedIwithI
infantileImovementIdisordersWIBraineandeDevelopmentUI2016UIbgUIagdVha 2.2 42

172 PqRSaIandINqRSaImutationsIinIinfantileVonsetIneurodegenerativeIdisorderWIJournaleofeHumane
GeneticsUI2017UIeaUIdadVdah 4.3 41

171 tetectingIcopyVnumberIvariationsIinIwholeVexomeIsequencingIdataIusingItheIeXomeIxiddenI
MarkovIModeliIanIPexomeVfirstPIapproachWIJournaleofeHumaneGeneticsUI2015UIeYUIZfdVga 4.3 41

170 PreciseIdetectionIofIchromosomalItranslocationIorIinversionIbreakpointsIbyIwholeVgenomeI
sequencingWIJournaleofeHumaneGeneticsUI2014UIdhUIechVdc 4.3 40

169 uxpandingItheIphenotypicIspectrumIofITUrrcqVassociatedIhypomyelinatingI
leukoencephalopathiesWINeurologyUI2014UIgaUIaabYVf 6.5 38

168 teInovoIαyvZqImutationsIcauseIintellectualIdeficitUIcerebellarIatrophyUIlowerIlimbIspasticityIandI
visualIdisturbanceWIJournaleofeHumaneGeneticsUI2015UIeYUIfbhVca 4.3 37

167 teInovoIhotspotIvariantsIinIsYvyPaIcauseIearlyVonsetIepilepticIencephalopathyWIAnnalseofe
NeurologyUI2018UIgbUIfhcVgYe 9.4 37

166 teInovoIvariantsIinISuTtZrIareIassociatedIwithIintellectualIdisabilityUIepilepsyIandIautismWIHumane
GeneticsUI2018UIZbfUIhdVZYc 6.3 36

165 QuinidineItherapyIforIWestIsyndromeIwithIαsNTyImutationiIqIcaseIreportWIBraineandeDevelopmentUI
2017UIbhUIgYVgb 2.2 36
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164 WtRcdImutationsIinIthreeImaleIpatientsIwithIWestIsyndromeWIJournaleofeHumaneGeneticsUI2016UIeZUIedbVeZ4.3 36

163 tefectsIinIautophagosomeVlysosomeIfusionIunderlieIViciIsyndromeUIaIneurodevelopmentalI
disorderIwithImultisystemIinvolvementWIScientificeReportsUI2017UIfUIbdda 4.9 35

162 riallelicITrstIMutationsIsauseIuarlyVOnsetINeurodegenerativeIuncephalopathyWIAmericaneJournale
ofeHumaneGeneticsUI2016UIhhUIhdYVheZ 11 34

161 qIcaseIofIautismIspectrumIdisorderIarisingIfromIaIdeInovoImissenseImutationIinIPOwZWIJournaleofe
HumaneGeneticsUI2015UIeYUIaffVh 4.3 33

160 qNαRtZZIvariantsIcauseIvariableIclinicalIfeaturesIassociatedIwithIαrwIsyndromeIandI
soffinVSirisVlikeIsyndromeWIJournaleofeHumaneGeneticsUI2017UIeaUIfcZVfce 4.3 31

159 teInovoIαsNxZImutationsIinIfourIpatientsIwithIsyndromicIdevelopmentalIdelayUIhypotoniaIandI
seizuresWIJournaleofeHumaneGeneticsUI2016UIeZUIbgZVf 4.3 30

158 ydentificationIofIdeInovoIsSNαaqZIandIsSNαarIvariantsIinIcasesIofIglobalIdevelopmentalIdelayI
withIseizuresWIJournaleofeHumaneGeneticsUI2019UIecUIbZbVbaa 4.3 29

157 variantsIinIandIcauseIneurodevelopmentalIdisordersWIAnnalseofeClinicaleandeTranslationaleNeurologyUI
2018UIdUIagYVahe 5.3 27

156 TwoIcasesIofIearlyVonsetImyoclonicIseizuresIwithIcontinuousIparietalIdeltaIactivityIcausedIbyI
uuvZqaImutationsWIBraineandeDevelopmentUI2016UIbgUIdaYVc 2.2 27

155 uarlyIinfantileIepilepticIencephalopathyIassociatedIwithItheIdisruptedIgeneIencodingISlitVRoboIRhoI
wTPaseIactivatingIproteinIaIQSRwqPaRWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2012UIZdgqUIZhhVaYd2.5 25

154 rortezomibVresistanceIisIassociatedIwithIincreasedIlevelsIofIproteasomeIsubunitsIandI
apoptosisVavoidanceWIOncotargetUI2016UIfUIffeaaVffebc 3.3 25

153 MilderIprogressiveIcerebellarIatrophyIcausedIbyIbiallelicISuPSusSImutationsWIJournaleofeHumane
GeneticsUI2016UIeZUIdafVbZ 4.3 24

152 sharacteristicIMRyIfindingsIinIbetaVpropellerIproteinVassociatedIneurodegenerationIQrPqNRWI
Neurology:eClinicalePracticeUI2014UIcUIZfdVZff 1.7 24

151 teInovoIMuySaImutationIcausesIsyndromicIdevelopmentalIdelayIwithIpersistentIgastroVesophagealI
refluxWIJournaleofeHumaneGeneticsUI2016UIeZUIgbdVg 4.3 24

150 teInovoIywvaImutationIonItheIpaternalIalleleIinIaIpatientIwithISilverVRussellIsyndromeIandI
ectrodactylyWIHumaneMutationUI2017UIbgUIhdbVhdg 4.7 23

149 βossVofVfunctionIandIgainVofVfunctionImutationsIinIPPPbsqIcauseItwoIdistinctIdisordersWIHumane
MoleculareGeneticsUI2018UIafUIZcaZVZcbb 5.6 23

148 PaternalIgermlineImosaicismIofIaISsNaqImutationIresultsIinIOhtaharaIsyndromeIinIhalfIsiblingsWI
EuropeaneJournaleofePaediatriceNeurologyUI2014UIZgUIdefVfZ 3.8 23

147 qIcaseIofIearlyIonsetIepilepticIencephalopathyIwithIdeInovoImutationIinISβsbdqaiIslinicalIfeaturesI
andItreatmentIforIepilepsyWIBraineandeDevelopmentUI2017UIbhUIadeVaeY 2.2 23
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146 somprehensiveIanalysisIofIcodingIvariantsIhighlightsIgeneticIcomplexityIinIdevelopmentalIandI
epilepticIencephalopathyWINatureeCommunicationsUI2019UIZYUIadYe 17.4 22

145 teInovoImissenseImutationsIinINqβsNIcauseIdevelopmentalIandIintellectualIimpairmentIwithI
hypotoniaWIJournaleofeHumaneGeneticsUI2016UIeZUIcdZVd 4.3 22

144 MolecularItiagnosisIofIbcIzapaneseIvamiliesIwithIβeberIsongenitalIqmaurosisIUsingITargetedINextI
wenerationISequencingWIScientificeReportsUI2018UIgUIgafh 4.9 21

143 teInovoISxqNαbImutationIcausesIRettIsyndromeVlikeIphenotypeIinIaIfemaleIpatientWIAmericane
JournaleofeMedicaleGeneticsseParteAUI2015UIZefUIZdhbVe 2.5 21

142 mutationsIcauseIvariableIphenotypesIofIdevelopmentalIandIepilepticIencephalopathyWIEpilepsiae
OpenUI2018UIbUIchdVdYa 4 21

141 weneticIlandscapeIofIRettIsyndromeVlikeIphenotypesIrevealedIbyIwholeIexomeIsequencingWIJournale
ofeMedicaleGeneticsUI2019UIdeUIbheVcYf 5.8 20

140 riallelicIsOβwqβTZIvariantsIareIassociatedIwithIcerebralIsmallIvesselIdiseaseWIAnnalseofeNeurologyUI
2018UIgcUIgcbVgdb 9.4 20

139 ydentificationIofInovelISNORtZZgImutationsIinIsevenIpatientsIwithIleukoencephalopathyIwithI
brainIcalcificationsIandIcystsWIClinicaleGeneticsUI2017UIhaUIZgYVZgf 4 19

138 uquivalentImissenseIvariantIinItheIvOXPaIandIvOXPZItranscriptionIfactorsIcausesIdistinctI
neurodevelopmentalIdisordersWIHumaneMutationUI2017UIbgUIZdcaVZddc 4.7 19

137 RqRSaImutationsIcauseIearlyIonsetIepilepticIencephalopathyIwithoutIpontoVcerebellarIhypoplasiaWI
EuropeaneJournaleofePaediatriceNeurologyUI2016UIaYUIcZaVf 3.8 19

136 ThreeIsasesIofIαsNTZIMutationsiIMalignantIMigratingIPartialISeizuresIinIynfancyIwithIMassiveI
SystemicItoIPulmonaryIsollateralIqrteriesWIJournaleofePediatricsUI2017UIZhZUIafYVafc 3.6 17

135 upilepticIapneaIinIaIpatientIwithIinheritedIglycosylphosphatidylinositolIanchorIdeficiencyIandIPywTI
mutationsWIBraineandeDevelopmentUI2018UIcYUIdbVdf 2.2 17

134 tifferentIpatternsIofIcerebellarIabnormalityIandIhypomyelinationIbetweenIPOβRbqIandIPOβRbrI
mutationsWIBraineandeDevelopmentUI2014UIbeUIadhVeb 2.2 17

133 TheIfirstIreportIofIzapaneseIpatientsIwithIasparagineIsynthetaseIdeficiencyWIBraineandeDevelopment
UI2017UIbhUIabeVaca 2.2 17

132 teInovoItNMZImutationsIinItwoIcasesIofIepilepticIencephalopathyWIEpilepsiaUI2016UIdfUIeZgVab 6.4 17

131 RNqIsequencingIsolvedItheImostIcommonIbutIunrecognizedINurIpathogenicIvariantIinIzapaneseI
nemalineImyopathyWIGeneticseineMedicineUI2019UIaZUIZeahVZebg 8.1 17

130 βateVonsetIspasticIataxiaIphenotypeIinIaIpatientIwithIaIhomozygousIttxtaImutationWIScientifice
ReportsUI2014UIcUIfZba 4.9 16

129 qtaxicIphenotypeIwithIalteredIsabWZIchannelIpropertyIinIaImouseImodelIforIspinocerebellarIataxiaI
caWINeurobiologyeofeDiseaseUI2019UIZbYUIZYcdZe 7.5 15
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128 NovelIrecessiveImutationsIinIMSTOZIcauseIcerebellarIatrophyIwithIpigmentaryIretinopathyWIJournale
ofeHumaneGeneticsUI2018UIebUIaebVafY 4.3 15

127 SevereIleukoencephalopathyIwithIcorticalIinvolvementIandIperipheralIneuropathyIdueItoIvOβRZI
deficiencyWIBraineandeDevelopmentUI2017UIbhUIaeeVafY 2.2 15

126 qInovelIWtRcdImutationIinIaIpatientIwithIstaticIencephalopathyIofIchildhoodIwithI
neurodegenerationIinIadulthoodIQSuNtqRWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2014UIZecqUIabggVhY2.5 15

125 qIhemizygousIwYwaImutationIandIβeighIsyndromeiIaIpossibleIlinkoWIHumaneGeneticsUI2014UIZbbUIaadVbc 6.3 15

124 NovelIcompoundIheterozygousIβyqSImutationsIcauseIglycineIencephalopathyWIJournaleofeHumane
GeneticsUI2015UIeYUIebZVd 4.3 14

123 teInovoIvariantsIinIRxOrTraUIanIatypicalIRhoIwTPaseIgeneUIcauseIepilepticIencephalopathyWI
HumaneMutationUI2018UIbhUIZYfYVZYfd 4.7 14

122 qInovelImutationIinItheIproteolyticIdomainIofIβONPZIcausesIatypicalIsOtqSIsyndromeWIJournaleofe
HumaneGeneticsUI2017UIeaUIedbVedd 4.3 13

121 teInovoIvariantsIinIcauseIintellectualIdisabilityUIautismIspectrumIdisorderUIandIepilepsyIwithI
myoclonicIabsencesWIEpilepsiaeOpenUI2019UIcUIcfeVcgZ 4 13

120
wermlineVterivedIwainVofVvunctionIVariantsIofIwsVsodingIweneIydentifiedIinINephrogenicI
SyndromeIofIynappropriateIqntidiuresisWIJournaleofetheeAmericaneSocietyeofeNephrology:eJASNUI2019UI
bYUIgffVggh

12.7 13

119 ywvaIMutationsWIJournaleofeClinicaleEndocrinologyeandeMetabolismUI2020UIZYdUI 5.6 13

118 MYRvIhaploinsufficiencyIcausesIceUXYIandIceUXXIdisordersIofIsexIdevelopmentiIbioinformaticsI
considerationWIHumaneMoleculareGeneticsUI2019UIagUIabZhVabah 5.6 12

117 ulectroclinicalIfeaturesIofIepilepticIencephalopathyIcausedIbyISsNgqImutationWIPediatricse
InternationalUI2015UIdfUIfdgVea 1.2 12

116 teInovoIPxqsTRZImutationsIinIWestIsyndromeIandItheirIpathophysiologicalIeffectsWIBrainUI2018UI
ZcZUIbYhgVbZZc 11.2 12

115 NeuroimagingIfindingsIinIzoubertIsyndromeIwithIsdorfcaIgeneImutationsiIqImilderIformIofImolarI
toothIsignIandIvermianIhypoplasiaWIJournaleofetheeNeurologicaleSciencesUI2017UIbfeUIfVZa 3.2 11

114 uxomeIreportsIqIdeInovoIwNraIvariantIassociatedIwithIglobalIdevelopmentalIdelayUIintellectualI
disabilityUIandIdysmorphicIfeaturesWIEuropeaneJournaleofeMedicaleGeneticsUI2020UIebUIZYbgYc 2.6 11

113 PrenatalIclinicalImanifestationsIinIindividualsIwithIvariantsWIJournaleofeMedicaleGeneticsUI2021UIdgUIdYdVdZb5.8 11

112 uxpandingItheIphenotypeIofIyrqdfImutationsiIrelatedIleukodystrophyIcanIremainIasymptomaticWI
JournaleofeHumaneGeneticsUI2018UIebUIZaabVZaah 4.3 11

111 qIsevereIpulmonaryIcomplicationIinIaIpatientIwithIsOβcqZVrelatedIdisorderiIqIcaseIreportWI
EuropeaneJournaleofeMedicaleGeneticsUI2017UIeYUIZehVZfZ 2.6 10
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110 teINovoITruncatingIVariantsIinItheIβastIuxonIofISuMqerIsauseIProgressiveIMyoclonicIupilepsyWI
AmericaneJournaleofeHumaneGeneticsUI2020UIZYeUIdchVddg 11 10

109 riallelicIVariantsIinIsNPYbUIuncodingIanIundoplasmicIReticulumIshaperoneUIsauseIuarlyVOnsetI
upilepticIuncephalopathyWIAmericaneJournaleofeHumaneGeneticsUI2018UIZYaUIbaZVbah 11 10

108 serebellarIataxiaVdominantIphenotypeIinIpatientsIwithIuRsscImutationsWIJournaleofeHumane
GeneticsUI2018UIebUIcZfVcab 4.3 10

107 teInovoIxtqsgImutationIcausesIRettVrelatedIdisorderIwithIdistinctiveIfacialIfeaturesIandImultipleI
congenitalIanomaliesWIBraineandeDevelopmentUI2018UIcYUIcYeVcYh 2.2 10

106 sompoundIheterozygousIwvMaImutationsIwithIβeighIsyndromeIcomplicatedIbyIarthrogryposisI
multiplexIcongenitaWIJournaleofeHumaneGeneticsUI2015UIeYUIdYhVZb 4.3 10

105 qIzapaneseIcaseIofIcerebellarIataxiaUIspasticIparaparesisIandIdeepIsensoryIimpairmentIassociatedI
withIaInovelIhomozygousITTsZhImutationWIJournaleofeHumaneGeneticsUI2015UIeYUIZgfVhZ 4.3 10

104 ynvolvementIofItheIaxiallyIcondensedItailIbudImesenchymeIinInormalIandIabnormalIhumanI
posteriorIneuralItubeIdevelopmentWICongenitaleAnomaliesendiscontinuedoUI2008UIcgUIZVe 1.1 10

103 qIfemaleIcaseIofIaromaticIlVaminoIacidIdecarboxylaseIdeficiencyIresponsiveItoIMqOVrIinhibitionWI
BraineandeDevelopmentUI2016UIbgUIhdhVheb 2.2 10

102 wRyNatIvariantsIinIthreeIcasesIofIdevelopmentalIandIepilepticIencephalopathyWIClinicaleGeneticsUI
2018UIhcUIdbgVdcf 4 10

101 POβRbqIvariantsIinIstriatalIinvolvementIwithoutIdiffuseIhypomyelinationWIBraineandeDevelopmentUI
2020UIcaUIbebVbeg 2.2 9

100 PartialIandrogenIinsensitivityIsyndromeIcausedIbyIaIdeepIintronicImutationIcreatingIanIalternativeI
spliceIacceptorIsiteIofItheIqRIgeneWIScientificeReportsUI2018UIgUIaagf 4.9 9

99 TwoInovelIhomozygousIRqrbwqPZImutationsIcauseIWarburgImicroIsyndromeWIHumaneGenomee
VariationUI2015UIaUIZdYbc 1.8 9

98
ydentificationIofIaInovelIhomozygousISPwfImutationIinIaIzapaneseIpatientIwithIspasticIataxiaiI
makingIanIefficientIdiagnosisIusingIexomeIsequencingIforIautosomalIrecessiveIcerebellarIataxiaI
andIspasticIparaplegiaWIInternaleMedicineUI2013UIdaUIZeahVbb

1.1 9

97 qIdeInovoIvariantIinIRqsbIcausesIsevereIglobalIdevelopmentalIdelayIandIaImiddleIinterhemisphericI
variantIofIholoprosencephalyWIJournaleofeHumaneGeneticsUI2019UIecUIZZafVZZba 4.3 8

96 ydentificationIofIaIdeepIintronicIPOβRbqIvariantIcausingIinclusionIofIaIpseudoexonIderivedIfromIanI
qluIelementIinIPolIyyyVrelatedIleukodystrophyWIJournaleofeHumaneGeneticsUI2020UIedUIhaZVhad 4.3 8

95 slinicalIcharacteristicsIofIaIzapaneseIpatientIwithIrardetVriedlIsyndromeIcausedIbyIrrSZYI
mutationsWIJapaneseeJournaleofeOphthalmologyUI2018UIeaUIcdgVcee 2.6 8

94 TwoIzapaneseIcasesIofIepilepticIencephalopathyIassociatedIwithIanIvwvZaImutationWIBraineande
DevelopmentUI2018UIcYUIfagVfba 2.2 8

93 RecurrentISsNbqIpWylegfdThrIvariantIinIpatientsIwithIpolymicrogyriaWIAnnalseofeNeurologyUI2018UIgcUIZdhVZeZ9.4 8

(2018-2020)
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92 qTPeVYqZIencodingItheIaZVsubunitIofItheIVYIdomainIofIvacuolarIxVqTPasesIisIessentialIforIbrainI
developmentIinIhumansIandImiceWINatureeCommunicationsUI2021UIZaUIaZYf 17.4 8

91 qIcaseIofIdeInovoIspliceIsiteIvariantIinISβsbdqaIshowingIdevelopmentalIdelaysUIspasticIparaplegiaUI
andIdelayedImyelinationWIMoleculareGeneticselamp;eGenomiceMedicineUI2019UIfUIegZc 2.3 7

90 qImaleIcaseIwithIstαβdVassociatedIencephalopathyImanifestingItransientImethylmalonicIacidemiaWI
EuropeaneJournaleofeMedicaleGeneticsUI2018UIeZUIcdZVcdc 2.6 7

89 qnIatypicalIcaseIofISPwdeXsYPaUZVrelatedIspasticIparaplegiaIpresentingIwithIdelayedImyelinationWI
JournaleofeHumaneGeneticsUI2017UIeaUIhhfVZYYY 4.3 7

88 PsorticalIcerebellarIatrophyPIdwindlesIawayIinItheIeraIofInextVgenerationIsequencingWIJournaleofe
HumaneGeneticsUI2014UIdhUIdghVhY 4.3 7

87 QuinidineItherapyIandItherapeuticIdrugImonitoringIinIfourIpatientsIwithIαsNTZImutationsI2019UI
aZUIcgVdc 7

86 NovelIuXOSshIvariantsIcauseIpontocerebellarIhypoplasiaItypeIZtIwithIspinalImotorIneuronopathyI
andIcerebellarIatrophyWIJournaleofeHumaneGeneticsUI2021UIeeUIcYZVcYf 4.3 7

85 qIdeInovoITOParIvariantIassociatedIwithIglobalIdevelopmentalIdelayIandIautismIspectrumI
disorderWIMoleculareGeneticselamp;eGenomiceMedicineUI2020UIgUIeZZcd 2.3 6

84 βongVtermIobservationIofIaIzapaneseImucolipidosisIyVIpatientIwithIaInovelIhomozygousIpWvbZbdelI
variantIofIMsOβNZWIAmericaneJournaleofeMedicaleGeneticsseParteAUI2020UIZgaUIZdYYVZdYd 2.5 6

83 qIcaseIofInewIPstxZaIgeneIvariantsIpresentedIasIdyskineticIcerebralIpalsyIwithIepilepsyWIJournale
ofeHumaneGeneticsUI2018UIebUIfchVfdb 4.3 6

82 teletionsIofISsNaqIandISsNbqIgenesIinIaIpatientIwithIWestIsyndromeIandIautisticIspectrumI
disorderWISeizure:etheeJournaleofetheeBritisheEpilepsyeAssociationUI2018UIeYUIhZVhb 3.2 6

81 qIrecurrentIhomozygousIvariantIinIsiblingsIwithIβaforaIdiseaseWIHumaneGenomeeVariationUI2018UIdUIZe 1.8 6

80 qIcaseIofItubulinopathyIpresentingIwithIporencephalyIcausedIbyIaInovelImissenseImutationIinItheI
TUrqZqIgeneWIBraineandeDevelopmentUI2018UIcYUIgZhVgab 2.2 6

79 somprehensiveIclinicalIandImolecularIstudiesIinIsplitVhandXfootImalformationiIidentificationIofItwoI
plausibleIcandidateIgenesIQβRPeIandIUrqaRWIEuropeaneJournaleofeHumaneGeneticsUI2019UIafUIZgcdVZgdf 5.3 6
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